
lable at ScienceDirect

Taiwanese Journal of Obstetrics & Gynecology 56 (2017) 569e570
Contents lists avai
Taiwanese Journal of Obstetrics & Gynecology

journal homepage: www.t jog-onl ine.com
Research Letter
Prenatal diagnosis of mosaicism for trisomy 2 in a single colony
at amniocentesis in a pregnancy with a favorable outcome

Chih-Ping Chen a, b, c, d, e, f, *, Jian-Pei Huang a, g, Schu-Rern Chern b, Shin-Wen Chen a,
Shih-Ting Lai a, Peih-Shan Wu h, Chen-Chi Lee a, Chien-Wen Yang b, Wayseen Wang b, i

a Department of Obstetrics and Gynecology, MacKay Memorial Hospital, Taipei, Taiwan
b Department of Medical Research, MacKay Memorial Hospital, Taipei, Taiwan
c Department of Biotechnology, Asia University, Taichung, Taiwan
d School of Chinese Medicine, College of Chinese Medicine, China Medical University, Taichung, Taiwan
e Institute of Clinical and Community Health Nursing, National Yang-Ming University, Taipei, Taiwan
f Department of Obstetrics and Gynecology, School of Medicine, National Yang-Ming University, Taipei, Taiwan
g MacKay Junior College of Medicine, Nursing and Management, Taipei, Taiwan
h Gene Biodesign Co. Ltd, Taipei, Taiwan
i Department of Bioengineering, Tatung University, Taipei, Taiwan
a r t i c l e i n f o
Article history:
Accepted 25 May 2017
Dear Editor,

A 36-year-old, gravida 3, para 1, woman underwent amniocen-
tesis at 18 weeks of gestation because of advanced maternal age.
Cytogenetic analysis of the cultured amniocytes revealed a karyo-
type of 47,XY,þ2[1]/46,XY[21]. Among 22 colonies of cultured
amniocytes, one colony had three cells, and all cells of this colony
had the karyotype of 47,XY,þ2, whereas the other 21 colonies had
the karyotype of 46,XY. Level II ultrasound findings were unre-
markable. Repeat amniocentesis was performed at 23 weeks of
gestation. Interphase fluorescence in situ hybridization (FISH), array
comparative genomic hybridization (aCGH) and quantitative fluo-
rescent polymerase chain reaction (QF-PCR) were applied on un-
cultured amniocytes, and conventional cytogenetic analysis was
applied on cultured amniocytes. The parental karyotypes were
normal. QF-PCR analysis excluded uniparental disomy 2. aCGH
using Roche ISCA Plus Cytogenetic Array (Roche, Madison, WI, USA)
revealed no genomic imbalance. Interphase FISH analysis on un-
cultured amniocytes using the bacterial artificial chromosome
probe of RP11-332H14 [2q12.1, fluorescein isothiocyanate (FITC)]
revealed trisomy 2 in 6/112 (5.3%) cells comparing with 1/52 (1.9%)
cell in the normal control. Cytogenetic analysis of the cultured
amniocytes revealed a karyotype of 46,XY in all 20 colonies
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examined. The parents decided to continue the pregnancy. At 38
weeks of gestation, a 2906-g healthy male infant was delivered
with no phenotypic abnormalities. Cytogenetic analysis of cord
blood revealed a karyotype of 46,XY in 40/40 lymphocytes exam-
ined. The neonate was phenotypically normal and had normal
psychomotor development at age two years during postnatal
follow-ups.

We previously reported prenatal diagnosis of mosaicism
involving trisomy 2 at amniocentesis with a favorable outcome
[1e3]. In this presentation, we report an additional case of pre-
natal diagnosis mosaicism for trisomy 2 in a single colony asso-
ciated with a favorable outcome. However, prenatal diagnosis of
mosaic trisomy 2 at amniocentesis should alert abnormalities on
fetal ultrasound such as intrauterine growth restriction (IUGR),
oligohydramnios, single umbilical artery, congenital heart defects,
facial dysmorphism, cleft palate and lip, neural tube defects,
diaphragmatic hernia, ventriculomegaly and hydronephrosis
[1,4e6]. Chen et al. [5] reported prenatal diagnosis of trisomy 2 in
26.7% (8/30 colonies) of cultured amniocytes and in 11.1% (13/
117 cells) of uncultured amniocytes in a pregnancy associated
with severe oligohydramnios, IUGR, ventricular septal defect,
preaxial polydactyly and facial dysmorphism in the fetus. Tu�g
et al. [6] reported prenatal diagnosis of trisomy 2 in 14% (12/
85 cells) of cultured amniocytes in a pregnancy associated with
single umbilical artery, cardiac dextroposition and diaphragmatic
hernia in the fetus. Prenatal diagnosis of mosaic trisomy 2 at
amniocentesis in pregnancy associated with severe IUGR should
also raise a suspicion of coexistence of complete trisomy 2 in the
placenta [4,5].
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